Neurofibromatosis (NF), von Recklinghausen disease, is an autosomal dominant disorder which occurs once in 3000 live births.' Although NF has variable phenotypic expression, classic minimal diagnostic features include six or more pigmented skin macules (cafe-au-lait spots), each at least 1. 5 In the absence of a laboratory test for NF, use of a linked genetic marker could accomplish most of these clinical goals. Furthermore, after the gene has been mapped, identification of the mutation(s) would provide important new avenues to investigate pathogenesis, clinical heterogeneity, the nature of the defective gene product, potential treatments, and explanations for the high sporadic mutation rate. Although our attempt to establish linkage between NF and a series of genetic markers was not successful, we encourage others to undertake linkage analysis of their large NF kindreds.
